Abstract
Majority of patients (85.0%) belonged to the (NC)-CAH form and the disorder was more often diagnosed in females (71.7%).
The most severe classic SW form was identified in 11 neonates (9.2%). Seven (5.8%) children were also identified with the SV form and a median presentation age of 5 yrs (interquartile range (IQR) 3.2 -6.5) ( Table  2) . The most frequent mutation was found to be p.Val281Leu (60.0%) followed by IVS2-13A/C>G (8.8%), DelEx1-3 (5.8%), p.Val304Met (4.6%) and p.Gln318stop (4.2%). A series of other less frequent mutations including rare deletions were also identified (Figure 1) . With an estimated population of 701,000 Greek Cypriots (Cyprus statistical service 2016) the prevalence of CAH is estimated to be around 1.7/10000 people.
Based on a recent study the true carrier frequency of CYP21A2 was reported to be 1: 10 (Phedonos et al. 2013) . Therefore, the identified CAH patients of the present study in the Greek Cypriot population make the 6.9% of the ones estimated (approximately 1,750) to exist in the Greek-Cypriot population. 
